Dear Editor, Ataxia with oculomotor apraxia type I (AOA1) is a recessively inherited ataxic disorder that is characterized clinically by the childhood onset of progressive cerebellar ataxia, oculomotor apraxia (OMA), and peripheral axonal sensorimotor neuropathy.
3 EAOH is reportedly the most common cause of autosomal recessive hereditary ataxia in Japan. 4, 8 To the best of our knowledge, this is the first case of AOA1 with a confirmed APTX mutation in Korea. 5 Hereditary ataxia with OMA is genetically heterogeneous; to date, four genes (APTX, SETX, PIK3R5, and PNKP) have been found to cause AOA syndromes (AOA1, AOA2, AOA3, and AOA4, respectively). Decreased deep tendon reflexes and peripheral neuropathy are not infrequently found with hereditary ataxia. However, elevated alpha-fetoprotein levels, hypoalbuminemia, and hypercholesterolemia are observed in only some of the ataxic disorders. The alpha-fetoprotein level is typically elevated in ataxia-telangiectasia, AOA2, and spinocerebellar ataxia with axonal neuropathy (SCAN1), and but is uncommon in AOA1, AOA3, and AOA4. 9 We could make a clinical diagnosis of AOA syndrome based on laboratory features.
The most common presenting symptom of AOA1 is gait disturbance. Abnormal eye movement or head thrust is recognized as an initial symptom in fewer than 10% of cases. Although gaze-evoked nystagmus is reportedly present in more than 70% of AOA1 cases, 2 it has limited diagnostic value since gaze-evoked nystagmus in all directions occurs in many neurodegenerative disorders associated with impaired function of the flocculus/paraflocculus. 10 It has been reported that OMA was not present in 34.5% of AOA1 cases, and that it may ultimately progress to external ophthalmoplegia. 2 Given that our patient had an 18-year history of gait unsteadiness, and that cerebellar atrophy was documented 15 years prior to this presentation, the absence of OMA in this patient is unusual, although impaired optokinetic nystagmus suggests early voluntary OMA. OMA can be observed in other hereditary ataxic disorders such as ataxia-telangiectasia, ataxia-telangiectasia-like disorder 1, autosomal recessive spinocerebellar ataxias 5 and 18, autosomal recessive spastic ataxia 5, Joubert syndrome, COACH syndrome, pyruvate dehydrogenase E2 deficiency, and orofaciodigital syndrome VI. In summary, this case indicates that AOA1 should be included in the differential diagnosis of early-onset ataxia in Korea, even in the absence of OMA.
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